Cardiac tumours were identified on ultrasonography in fetal or early postnatal life in five infants. Tuberous sclerosis was subsequently diagnosed in all five. Only one infant required operation. Regression of the tumour occurred in three. No infant had hypomelanotic macules at birth, and they took up to two years to appear.
A 5 day old baby was referred for a cardiologist's opinion because a murmur had been noted on routine examination. He had no symptoms and his electrocardiogram was normal. Echocardiography showed multiple cardiac tumours, the largest of which was partially obstructing the left ventricular outflow tract. Serial echocardiograms showed spontaneous regression of the tumours so that when last seen (at the age of 5 years) only one tumour 8 mm in diameter remained in the right ventricle. Illustrations of regression of the tumours in this child have previously been reported by Smith et al in their figures 2-6.
Careful examination ofthe skin, and computed tomography scans of the brain, were carried out at 2 and 5 months but failed to show any signs of tuberous sclerosis. By the age of 12 months, however, a streak of depigmented scalp hair and a depigmented macule 3 mm in diameter had appeared. Further depigmented skin patches appeared over the following year. Atypical absence seizures developed at the age of 2 years.
Both parents were investigated by careful skin and fundoscopic examination, computed tomography, radiographs of the hands, and cardiac ultrasonography. No signs of tuberous sclerosis were found. The child's father has Wolff-Parkinson-White syndrome, and the mother has facial acne rosacea.
CASE 2
A healthy 21 year old mother had a normal pregnancy until 34 weeks' gestation, when an irregular fetal bradycardia was noted. Ultrasonography of the fetal heart was normal at 34 weeks, but a further scan a week later showed echodense areas in the right ventricle that persisted until delivery.
During The cardiac tumour detected at 20 weeks' gestation in case 5 is the earliest recorded instance of a fetal tumour associated with tuberous sclerosis. Tumours in the fetuses studied increased in both size and number towards full term, suggesting that maternal factors influence their growth. The only infant with symptoms in this series developed arrhythmias before birth, and before tumours were recognised. Postnatal tumour regression has so far been recorded in three of the five infants, and this also seems to be an active process and not merely the effect of growth of the cardiac chambers.
Despite the usually benign nature of rhabdomyomas, they may cause death from mechanical obstruction or disturbance of rhythm. In the largest necropsy series, 70% of the deaths occurred in the first year and the authors recommended that patients with symptoms should have operations.9 The availability of ultrasonography permits detection of cardiac tumours in fetal and early neonatal life, and raises questions about appropriate management. There are case reports of successful resection after the prenatal detection of tumours, 1 12 but as tumour regression is now well documented we strongly recommend a conservative approach, reserving operation for those infants with life threatening disturbances of rhythm or outflow tract obstruction by a solitary tumour. 3 13 Antenatal We suggest that most fetal or neonatal cardiac tumours are diagnostic of tuberous sclerosis. Multiple ventricular tumours are highly likely to be associated with tuberous sclerosis,7 9 and the diagnosis should be considered even when a single tumour is detected, as a quarter of the tumours found on ultrasound screening of adults and children with tuberous sclerosis are solitary.3 As cardiac tumours may remain the sole sign of the condition for many months, families should be offered a presumptive diagnosis and genetic counselling even when other signs of tuberous sclerosis are absent.
